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AHHOTaIUA

['ennas tepanus mpeAcTaBiseT cOOOM OAUH W3 HamOoJiee MEPCHEKTHUBHBIX METO/OB
JICYEHUS, HAMPABJICHHBIX HA UCIPABJICHUE NEPEKTHBIX T'€HOB, BBI3BIBAIOIIUX PEIIKHE
3aboJsieBanusl. B nociegnue AecAaTuieTusi ObUIM TIOCTUTHYTHI 3HAYUTEIbHbBIEC YCIEXH B
MIPUMEHEHUY T€HHOMN Teparuu JJis JICUEHUs HACJIEACTBEHHBIX 3a00J€BaHMM, TaKUX KaK
MYKOBHCIIHJI03, TeMO(D WIS U HEKOTOPbIE BUBI paka. ITa CTaThs MOCBSIIECHA AaHAIU3Y
COBPEMEHHBIX JIOCTIDKCHUH B 00JIaCTU TE€HHOW Tepamuu, mpobiaeMaM, ¢ KOTOPBIMH
CTAIKMBAIOTCS HCCIICIOBATENIM, A TAKXKE IMEPCHEKTUBAM MCIIOJIb30BAHUSA JTAHHOTO
MoAXoJa sl JedeHus penakux 3adoneBaHuii. OOCYXJIArOTCS BO3MOXHBIE PHUCKH M
ATUYECKHUE BOIMPOCHI, CBSI3AHHBIE C MPUMEHECHUEM 3TOU TEXHOJIOTHH.

KawueBble cioBa: TreHHas Tepamnusi, peakue 3a00JeBaHUsl, MYKOBHUCIUIO3,
reMo(Q NI, MOJIEKYJISIpHAst OMOJIOTHS, TeHETUYECKAasi KOPPEKIINSI, TEPAITUU TEHOB.

1. BBenenue

Penkue 3a00seBaHus MPEACTABISAIOT COOOW rpyIy OOJe3HEW, KOTOPhIE 3aTparuBaroT
MaJjioe KOJIMYECTBO JIIOAe mo Bcemy mupy. HecmoTps Ha TO, 4TO MHOTHE M3 3THX
3a007€BaHUN HMEIOT TE€HETUYECKYI0 MPUPONY, TPAJULMUOHHBIE METOJbl JIEYEHUs
OKa3bIBaIOTCS Manod(dhekTUBHbIMU. ['eHHas Tepanusi MpeasiaraeT HOBbIE BO3MOKHOCTH
JUISL  JICYEHUs] PpEOKUX 3a00JIeBaHMM, TakK Kak TO3BOJIIET HEMOCPEICTBEHHO
BO3JICHICTBOBATh HA MOJIEKYJISIPHBIC U TCHETHUECKUE MPUUMHBI 60s1e3Hel. B mocnennue
AeCSITUIIETHS, Oaroapsi JOCTHKEHUSM B MOJICKYJISIPHOU OMOJIOTHH, OMOTEXHOJIOTHU U
IeHETHKE, JICUCHHE T'eHETHYECKUX 3a00JIEBaHUN CTaJl0 PEAbHOCTBIO IS MHOTHUX
MalMEHTOB.



2. CoBpeMeHHBIE TOCTHKEHUSI TEHHOM Tepanuu
2.1. TexHO10THM TOCTABKYU F'eHOB

OCHOBHBIM BBI30BOM JIJIs YCIIEIIHOTO IPUMEHEHHS TEHHOW TEPAINH SIBJIIETCS JOCTaBKa
TEparneBTUYECKOT0 T'€Ha B KIETKM MauueHTa. B Hacrosimiee BpeMs pa3zpaboTaHbl
pa3IMYHbIE METOMBI IOCTABKH, BKIIIOYasi BUPYCHBIE BEKTOPbI, HEMOJIsIPHbIE JTHITH/bI,
HAHOYACTHUIBI U IPYTUE CUCTEMBI IOCTaBKU. BUpyCHBIE BEKTOPBI, B YaCTHOCTH, aJI€HO-
Y JICHTUBUPYCHI, HAaMOOJIbIIIEE PACIIPOCTPAHEHHUE MOTYUUIIHN OJaro1apst KX CHocoOHOCTH
3¢ (}HEeKTUBHO MEPEHOCUTh TeHEeTHYEeCKUil Marepuan B kieTky. OIHaKo, HECMOTps Ha
YCHEIIHOCTh MPUMEHEHUsI BUPYCHBIX BEKTOPOB, CYIIECTBYIOT W OrpPaHUYCHHS,
CBSI3aHHBIE C 0€30IIaCHOCTHI0 U UMMYHHBIM OTBETOM OpraHU3Ma.

2.2. 'enernueckasi KOPPEKIHUS U PEAAKTHPOBAHUE T'€HOMA

CoBpeMeHHbBIE TEXHOJIOTUH penakTupoBaHus reHoma, Takne kak CRISPR/Cas9,
3HAYUTEIIBHO PACIIMPHIIM BO3MOKHOCTH reHHou Tepanuu. Metoag CRISPR no3Bonser
TOYHO H3MeHATh otaenbHble ydyacTku JHK, ycTtpanss MyTtaiuu, BbI3bIBAIOIINE
3a00s1€BaHusl, 1 BOCCTAHABINBAs HOPMAIbHYIO PYHKIUIO KIIETOK. JTa TEXHOJOTHUS YiKE
MPOJIEMOHCTPHUPOBaja CBOIO 3(PPEKTUBHOCTD B JICUEHUH HEKOTOPBIX HACIEACTBEHHBIX
3a00€BaHUM, TAKUX KaK 0eTa-TajJJacCeMHusi U CEPIOBUAHO-KJIETOYHAS aHEMMUS.

2.3. HpnMeHeHne TeHHOH TEpamnuu B JICHCHUU MYKOBHUCIUA03a U I‘eMO(l)I/IJII/II/I

OnHUM K3 YCHENIHBIX MPUMEPOB NMPUMEHEHUS T€HHOW TEpanvyd B JICUCHUU PEIKUX
3a001€BaHUH SBJISETCS MYKOBUCIU03 — HACIIEICTBEHHOE 3a00JIEBAHKE, TP KOTOPOM
Hapymaercs (PyHKIUS *kKeje3, YTO BeIeT K HAKOIUICHHIO BSI3KOW CIU3U B JIETKUX U
npyrux opranax. B 2020 rogy ObUT mpOBENEH YCHEHIHBIA SKCIEPUMEHT [0 TEHHOU
TEepanuu y TAIlMEHTOB C MYKOBHCIIMJO30M, B XOJI¢ KOTOPOTO OblIa HCIOJIh30BaHA
nocraBka 3mopoBodt kommu reHa CFTR (dbyHKums KoToporo HapylieHa Mpu
3a00JIeBaHUN ).

JlpyruM nOpUMEPOM SIBISETCS MCIIOIB30BAHME TEHHOM TEpanvMu Ui JICYCHHS
remopuin. B wHccnegoBaHusX, MPOBEACHHBIX B TOCIEAHUE TOAbI, MHAI[UEHTHI,
cTpajnawmume oT Aepuuura (PaKTOpoB CBEPTHIBAHUS KPOBH, MOJYYWIIM TEPANHUIO C
HCIIOJIb30BaHUEM BUPYCHBIX BEKTOPOB, YTO MPUBEJIO K BOCCTAHOBJIEHUIO HOPMAJIBHOTO
YpOBHSI ()aKTOPOB CBEPTHIBAHUS B OPraHU3ME.

3. IIpo0JieMBbI ¥ BbI30BBI T€HHOM Tepanuu
3.1. be3onacHOCTb U A0JrocpoYHbIe IPPheKThI

XOTs TeHHasl Tepanus JEMOHCTPUPYET OOCIIAIONINe Pe3yabTaThl, OJHUM U3 TIaBHBIX
BBI30BOB OCTAIOTCS BOIPOCHI 0€30macHOCTH. BupycHbIE BEKTOpPHI MOTYT BBHI3BIBATH
MMMYHHBIN OTBET, YTO B CBOIO OUEPEIh MOKET MOBIHITH HA Y)PEKTUBHOCTD TepaInun
WU BbI3BaTh M0OOYHBIE 3P eKThl. Takke BaXKHBIM aCIEKTOM SIBJISIETCS BO3MOXKHOCTD
AKTUBALlMU OHKOT'€HHBIX T€HOB, UTO MOKET IPUBECTHU K PA3BUTHIO Paka.

-2-



Jis  Toro 4dYToOBl TapaHTUPOBaTh OE30MaCHOCTh, HEOOXOAMMBI JOJITOCPOYHBIE
HaOMIOACHUS 3a TAIMEHTAMH, MPOIIEIAIIMMH JICUeHHUEe, YTOObI BBIIBUTh BO3MOYKHBIC
no6ouHbIe () PEKTHI.

3.2. DTHYecKHe BOMPOCHI

['enHasg Tepanusi BbI3BIBAET psAJ STUYECKUX BOIPOCOB, OCOOEHHO B 00JacTU
FeHEeTHYEeCKOro peaakrupoBaHusi. Hampumep, BO3MOKHOCTh M3MEHEHUs T'€HOMA
YEeJIOBEKA  BBI3BIBAET  ONACEHHMS]  OTHOCUTEIBHO  CO3JaHMSl  TE€HETUYECKH
MOJU(PUIIMPOBAHHBIX JIOACH, YTO MOXET MPUBECTH K COLMAIBHBIM UM MOPAIbHBIM
MOCJEICTBUSIM. OTH BOINPOCHl TPEOYIOT THIATENbHOW JAMCKYCCUM Ha YpPOBHE
MEXyHApPOIHBIX HOPM U CTaHAAPTOB.

3.3. JIocTynmHOCTh M CTOUMOCTh

OnHuM W3 3HAYMMBIX OAapbEepOB Ul HIMPOKOIO PACIpPOCTPAHEHUs F'€HHOM Tepanuu
ABJISIETCSI €€ BbICOKas cTtomMocTh. HecMmoTpsi Ha mporpecc B 00JacCTH TEXHOJIOTHM,
JIEYeHHUE peIKUX 3a00JI€BaHUM C UCIIOJIb30BAaHUEM T€HHOW TE€paK OCTAETCA JOPOTHM.
DTO OrpaHUYMBAET JOCTYNMHOCTh TE€PANUU JJI IIMPOKUX CIOEB HACEJICHUS U TpeOyeT
IIOMCKa MyTEN ISl CHUKEHHSI CTOMMOCTH IIPOM3BOJCTBA M PACIPOCTPAHEHUS TAKUX
METOMOB.

4. IlepcniekTUBBI ¥ OyayLIee TeHHOH Tepanuu
4.1. Pa3BuTHE NEPCOHATIM3NPOBAHHOM MeIMIMHBI

B Ommxaiiiue necatuneTusi, ¢ pa3BUTUEM TEXHOJIOTHH PEeJaKTUPOBAHUS T€HOMa U
MOJIEKYJISIDHOM JMArHOCTHKH, T€HHAas TEpanus MOXKET CTaTh OCHOBHBIM METOAOM
JIeUeHUs pelnKuxX 3aboyeBaHMi. B codyeTaHnM ¢ MEPCOHAIM3WPOBAHHOW MEIHMITUHOM,
KOTOpasl YYUTHIBACT HWHAMBUAYaJbHbIE OCOOCHHOCTHU TMAlIMEHTA, TEHHAas Tepamnus
MO3BOJIUT pa3padaThiBaTh A(HPEKTUBHBIC U OE30MACHBIC METOIbI JICUCHUS JIJIsl KaXKI0T0
KOHKPETHOTO MallEeHTA.

4.2. PacuuupeHue 00,1aCTH NPUMEHEHUsI

XOTs Ha NaHHBIM MOMEHT I'€HHas Tepanus B OCHOBHOM IIPUMEHSETCA MUl JICYEHUS
HACJIEJCTBEHHBIX 3a00JieBaHMI, B OyAylIeM OHa MOXKET HAWUTH NMPUMEHEHUE WU JJIs
JICYEHUS] APYTHX PEAKUX 3a00JIeBaHUI, TAKUX KaK ayTOMMMYHHbIE PacCTpPOMCTBA,
HeOHATaJIbHbIe MH(EeKUMOHHBbIE 3200J1eBaHus U pak. MccneqoBanus B 3Toil 00sactu
MPOJIOJDKAIOTCS, M, BEPOSITHO, B OYIylIeM TMOSABSATCA HOBBIE TEPaNeBTUUYECKUE
CTpaTeruv, OCHOBAaHHBIE HA PENAKTUPOBAHUM I'€HOMA.

5. 3akaouenue

['enHas Tepanus SIBISETCSA OJJHUM U3 CAMBIX NIEPCIIEKTUBHBIX HAMPABICHUN MEIUIUHBI
JUIS JICUCHUS PEAKUX 3a00JIeBaHUIA.



HCCMOTpH Ha CYHICCTBYIOIIUEC HpO6JI€MI>I N BBI3OBBI, TAaKH€ KakK 6630HaCHOCTB,
9THYCCKHC BOIIPOCHI U BBICOKAsA CTOMMOCTDL, TCXHOJIOTHH IIPOAOJDKAKOT Pa3BUBATLCA,
4dTO OTKPBIBACT HOBBIC TOPU3O0HTBI AJIA JICUCHMUA 3360H€B21HHI>1, KOTOPbIC paHbLIC
CUHMTAJINCh HEU3JICUNMBIMHU. B Orokaiime ACCATUIICTHUA I'CHHAA TCpaIs MOKCT CTAaThb
HEOTHhEMJIEMON YaCThIO MGHHHHHCKOﬁ IMPpaKTHUKU, IIpcajiaras pCiCHUA AJIA JICHCHUA
MHOXCCTBA pCAKHUX 3a00JICBaHHH.
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